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SUMMARY A retarded boy with microcephaly, microphthalmos, and retinal folds is described. His mother and sister showed microphthalmos and the sister was also microcephalic. Another family showing similar findings has been described, indicating that this combination of abnormalities constitutes a discrete entity showing single gene inheritance.
In 1981, Jarmas et all described two brothers each of whom had severe microcephaly, microphthalmos, falciform retinal folds, and visual deficit. Their mother was also microcephalic and showed mild mental retardation. We now describe a third patient with similar findings. His mother and sister showed milder manifestations of the same disorder.
Case report
The proband weighed [2] [3] [4] [5] 
Family history
The proband was the second child of unrelated parents. At the age of six years his older sister was noted to have bilateral microphthalmia (corneal diameters 9*5 and 10-0 mm) with normal fundi, strabismus, and microcephaly (OFC = 46-7 cm). Her cognitive abilities were below average but she was able to attend normal school. His younger brother was examined and found to be entirely normal.
The father and paternal grandmother were of normal intelligence with normal eyes and head size, as was the maternal grandmother. The proband's mother was of normal intelligence with a head circumference of 55-0 cm. Her fundi were normal but both eyes were small with corneal diameters of 10 5 mm. Her Guthrie test and urinary amino acid screen were normal. All fundal examinations were peformed after pupil dilatation.
Discussion
Retinal folds have recently been the subject of a comprehensive review. 2 Aetiologically they may result from either a malformation, often in association with strands of primary vitreous as in the boy FIG 3 The proband with his older sister. now described, or from insult occurring after organogenesis, such as infection or retinopathy of prematurity (ROP). Although The combination of microcephaly, microphthalmos, and retinal folds has been described in a male offspring of first cousin parents,9 to a variable degree in four persons from two sibships in a large inbred family,10 and in the aforementioned brothers reported by Jarmas et al. 1 One of these brothers also had pedal oedema and both showed mildly anteverted nares, these features also being present in our own patient, in whom the pedal oedema resolved slowly over the first three months of life. In the family of Jarmas et al' the boys' mother showed microcephaly and microphthalmos. Taken in conjunction with the findings in our patient's mother and sister, this would suggest that there is an inherited form of microcephaly, microphthalmos, and retinal folds in which males show the full stigmata with females being more mildly affected. Inheritance could be sex linked dominant or sex influenced autosomal dominant. 
